Fig 1 Showing gross disorganization of upper femoral and humeral metaphyses, scoliosis but normal ribs
& Normand (1964) described 5 sporadic cases, 4 of which had originally been mistaken for rickets. They critically reviewed the literature and noted some confusion with other forms of chondrodystrophy. Although they rejected the case of De Toni (1960) on the grounds that the metaphyseal changes were mild except for severe coxa vara and spinal defects, the present case is somewhat similar and suggests that variations in the extent and severity of metaphyseal lesions are to be expected in this disease. A possibly unique feature presented by our case is the apparent escape of the costochondral junctions.
This disease has often been mistaken for vitamin-D-resistant rickets but the X-rays in metaphyseal dysostosis show sharply serrated margins often with fragmentation. The increased density of the zone of provisional calcification can, however, lead to confusion with healing rickets but the normal blood chemistry should dispel doubt. Correct diagnosis is important in order to avoid giving massive toxic doses of vitamin D to these children unnecessarily. The baby was born normally at forty-two weeks' gestation. Birth weight (3X8 kg) was well above the mean for gestation and he had the appearance of the infant of a poorly controlled diabetic mother, the face being plethoric and moonlike. He was transferred to the neonatal unit and fed on full-strength evaporated milk 30 ml three-hourly, the first feed at four hours of age. Several blood glucose levels over the first twelve hours were below 20 mg/100 ml. When he became irritable and jumpy, he was given 3-8 g glucose intravenously as treatment for the hypoglycaemia and the glucose levels were followed as for a glucose tolerance test. This showed a rapid rate of glucose disappearance (k= 1-98) and very high plasma insulin levels.
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The infant remained irritable. Feeds were continued hourly, but four hours after the glucose load, aged 20 hours, the blood glucose was again below 20 mg/100 ml with a raised insulin level of 18 microunits/ml.
It was uncertain at this stage why the infant was irritable and why the hypoglycxmia had recurred. An infusion of 20% hexose was started together with hydrocortisone 20 mg b.d., the latter being given as a means of promoting gluconeogenesis and also as it seemed possible that steroid withdrawal was connected with the clinical or chemical picture. Aged 27 hours, with a normal blood sugar, he had a generalized convulsion, and diazepam 0-5 mg intramuscularly b.d. was started.
Throughout the second and third days there was a gradual improvement; the irritability settled and no further fits occurred. NormoglycEemia was maintained and parenteral fluids stopped.
On the fifth day, the dose of hydrocortisone was reduced to 10 mg daily. He seemed very well, but developed a pyrexia of 101°F (38 50C). Cultures were taken from nose, throat, urine, stool, lumbar CSF, blood; no pathogens were isolated. Cultures for viruses, including cyto-megalovirus were negative. Toxoplasma dye test was negative; the leucocyte count was normal.
On the sixth day, hydrocortisone was stopped. The infant remained well, but febrile. After thirtysix hours of fever antibiotics were started, but his temperature remained high.
By the eighth day he looked ill and started vomiting. Blood electrolytes were normal. On the assumption that this crisis was acute adrenocortical insufficiency, hydrocortisone was reintroduced at 10 mg six-hourly. Within six hours of the first injection there was a remarkable improvement. He was alert, bottle-feeding hungrily and apyrexial.
Over the next three weeks antibiotics were stopped and steroids withdrawn. An ACTH stimulation test on day 23 showed a normal adrenal response.
He was discharged home aged five weeks and has remained well ever since.
Other investigations: Insulin levels (Dr C Lowy):
Aged 14 hours, 27-5 microunits/ml, which is well above the normal range for this age and weight; nine hours after the glucose tolerance load, 80 There are two forms of spondylo-epiphyseal dysplasia, the X-linked variety which occurs in older children (Jacobsen 1939) , and the pseudoachondroplastic form, described by Maroteaux & Lamy (1959) , which has the following salient features: The children are normal at birth, and usually present at upwards of 20 months with short stature, waddling gait, lower limb deformity, and characteristic X-ray abnormalities of spine and long bones, as described in the above case report. No biochemical abnormality has been shown and the underlying cause is obscure. The
